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httcense.Abstract An 18 years old male patient, non-smoker, presented by shortness of breath of 1 week
duration.
ª 2013 Production and hosting by Elsevier B.V. on behalf of The Egyptian Society of Chest Diseases and
Tuberculosis. Open access under CC BY-NC-ND license.An 18 years old male patient, non-smoker, presented by
shortness of breath of 1 week duration, The condition started
2 years ago, by cough and expectoration of whitish sputum, no
hemoptysis, 6 months later, the condition progressed to dysp-
nea on moderate exertion and post-nasal discharge, The pa-
tient sought medical advice where CT-chest done showing:
bilateral upper lobe reticulo-nodular inﬁltration. At this time
the patient started treatment in the form of oral 10 mg predni-
sone for only 2 months with clinical improvement. Then pa-
tient showed multiple remissions and exacerbations (with no
hospital admission) last 1 week before he was referred to Ain
Shams University Hospital, he has no past or family history
of relevant signiﬁcance.
Physical examination
In the hospital, patient was noticed to be thin, tall, arm span
exceed his height together with elongated ﬁngers and armom (H.A. Abdel-Halim).
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p://dx.doi.org/10.1016/j.ejcdt.2013.0bones (Fig. 1). The patient is under-built (BMI 16 kg/m2), nor-
mal vital signs, lying ﬂat, no palpable peripheral lymph nodes,
his upper lip showed swelling (diagnosed as granulomatous
chelitis by dermatologist) (Fig. 2), upper limbs showed club-
bing ﬁrst degree, elongated ﬁngers, lower limbs showed brown-
ish patches of pigmentations, oval in shape, measuring
2 · 3 cm, mainly on the lateral sides, normal heart and abdo-
men examination. Chest physical examination revealed hyper-
inﬂated chest and inspiratory ﬁne ﬁxed leathery crepitations
and late expiratoy sibilent ronchi all over chest more over
infraclavicular and scapular areas.
Laboratory data
There was hypoxemia on room air (PaO2 57 mmHg, SpO2
88%, PCO2 40 mmHg) so oxygen therapy was given via nasal
cannula (3 L/min) with (PaO2 65 mmHg, SpO2 91.5%, PCO2
40 mmHg) followed by gradual weaning from oxygen therapy
till room air with follow up by pulse oximeter. CBC revealed:
WBC 13.5 (neutrophils 82%, lymphocytes 12%, eosinophils
0.6%), Hb 12.7 g/dl, normal platelet count. Liver kidney,
coagulation proﬁles and fasting blood glucose were normal,
ESR-1st. hr 5. ANCA (c and p types), ANA, rheumatoid fac-
tor were negative, a1 antitrypsin 135 (N. 128–234). Spirometry
revealed: FVC 20% pred., FEV1 16% pred., FEV1/FVC ratiohe Egyptian Society of Chest Diseases and Tuberculosis.
1.008
Figure 3 Chest radiograph showing hyperinﬂated chest with
ribbon shaped heart and upper lobar reticulonodular inﬁltration.
Figure 4 CT-chest showing upper lobe emphysematous changes.
Figure 5 CT-chest showing early picture of IPF.
Figure 1 Elongated ﬁngers.
Figure 2 Granulomatous chelitis.
198 A.A. El-Masry et al.67.4%, FEF25–75 7% pred., PEFR 33% pred., single breath
DLCO 9.6% pred.
Chest radiograph showed hyperinﬂated chest with ribbon
shaped heart and bilateral upper lobe reticulo-nodular
inﬁltration (Fig. 3); high resolution CT-chest revealed both
emphysematous changes and early picture of IPF ( Figs. 4
and 5); CT – Para-nasal sinus showed hypo-plastic both max-
illary sinuses with right sinusitis. ECG: normal sinus rhythm;
echocardiogram showed normal valves, normal internal
dimensions and systolic function with estimated EF = 64%.
ENT consultation diagnosis of acute paranasal sinusitis
(local ﬂuticasone nasal spray is prescribed); ophthalmologyconsultation suggested no clinical abnormality; genetic consul-
tation suggested to search for mutation in ﬁbrillin 1 gene on
chromosome 15.
Diagnosis
Marfan syndrome, bilateral apical emphysema, early intersti-
tial pulmonary ﬁbrosis, bilateral hypoplastic maxillary sinuses,
granulomatous chelitis.
Treatment
During hospital admission, the patients received: oral predni-
sone 30 mg for 12 days then reduced to 20 mg (due to severe
muscle pain), IV ceftazidine 1 g/8 h, nebulized salbutamol/
6 h. The patient symptoms improved and on discharge the
ABG on room air revealed (PaO2 82.5 mmHg, SpO2 96%,
PCO2 40 mmHg); spirometry showed (FVC 34% pred.,
FEV1 22% pred., FEV1/FVC ratio 54.9%, FEF25–75% 9%
pred., PEFR 50% pred.).
The patient was discharged from hospital on steroid
therapy for further follow up after 3 months.
Comment
Marfan syndrome is an inherited AD multi-systemic connec-
tive-tissue disease that is caused by a mutation of the ﬁbril-
lin-1 gene (FBN1) on ch15. The syndrome is characterized
by a wide range of clinical manifestations including: Common
Marfan syndrome 199cardiovascular manifestations: include annuloaortic ectasia
with or without aortic valve insufﬁciency, aortic dissection,
aortic aneurysm, pulmonary artery dilatation, and mitral valve
prolapse, Musculoskeletal manifestations: scoliosis, pectus
excavatum and arachnodactly, arm span/height >1.05, wrist
sign; Pulmonary manifestations: spontaneous pneumothorax,
subpleural blebs, airtrapping, ILD; Ocular manifestations: lens
dislocation, hypoplastic iris (myopic), increased axial length of
globe and megacornea.
No single sign is pathognomonic.Genetic mutation of FBN1 in parent, child or sibling is ma-
jor criterion for diagnosis.
Two major criteria + 1 minor criterion or 1 major crite-
rion + 4 minor criteria are diagnostic from different organ
affection.
No speciﬁc test is diagnostic other than molecular genetic
testing.
Radiology has important role in helping diagnosis.
